[Clinical and genetic heterogeneity of limb-girdle muscular dystrophy].
Limb girdle muscular dystrophy (LGMD) is a heterogeneous group of dystrophies in which weakness and wasting initially appear at proximal groups of pelvic and shoulder girdles. Families in which LGMD is inherited as an autosomal recessive and rarely autosomal dominant trait were separated. Among autosomal recessive families, cases with rapid progression, called severe childhood autosomal recessive muscular dystrophy (SCARMD) were isolated. In some of these families linkage to chromosome 13 has been demonstrated. In other families especially those with relatively slower progression the genes were localised on chromosomes 2, 15. In families with adhalin mutations variability of clinical presentation is observed. In one of the described families with autosomal dominant inheritance the linkage to chromosome 5 has been established. Clinical and genetic studies of a large cohort of patients with limb-girdle muscular dystrophies enables the creation of new LGMD diagnostic criteria which facilitates proper genetic counselling.